Machado-Joseph disease (MJD), also known as spinocerebellar ataxia type 3, is a neurodegenerative disorder which is associated with a CAG repeat expansion in the MJD1 gene on chromosome 14q32.1.
about possible mechanisms which could underlie such a phenomenon. It is possible that the number of CAG repeats in the normal size range at the MJD locus is associated with subtle quantitative effects on gene function in a manner analogous to that described for the androgen receptor, where transactivational competence is inversely proportional to repeat number.9 Such an effect may favour female germ cells with smaller repeat numbers in heterozygotes. However, we believe that our findings should be interpreted with some caution. Although the data remain significant after correction for multiple tests, they may still represent a chance phenomenon. It is also possible that other groups have investigated this phenomenon and have not reported negative findings. Thus, these findings should be replicated in an independent large set of families.
